YntamTte Hac Ha caunTi: http://medexpert.com.ua
KAIHIYHWMIM BUTTAAOK

YK 16.8-009.24:[616,/477-008.64:616.438-007.21]-097-053.2

O.P. bosipyyk, J1.A. BonsiHCbKa

CyaoMHuM cCUHAPOM Y NigniTka
SIK NPOSIB CUHAPOMY aeneuii 22q11.2

TepHONINbCbKUI HaLLIOHANBHUIA MeANYHUIA yHIBEpCUTET iMeHi |.A. TopBadeBcbkoro, YkpaiHa

Modern Pediatrics. Ukraine. (2023). 5(133): 110-114. doi 10.15574/SP.2023.133.110

For citation: Boyarchuk OR, Volianska LA. (2023). Seizures in a teenager as a manifestation of 22q11.2 deletion syndrome. Modern
Pediatrics. Ukraine. 5(133): 110-114. doi 10.15574/SP.2023.133.110.

CuHaopom aenedii 22g11.2 (cuHapom i xxopaxki) € oaHVM i3 HaNNOWWPEHILLNX Cepen XPOMOCOMHIMX aHOMai, Sk XapakTepuayeTbCsa MHO-
KVHHICTIO Ta BapiabenbHICTIO YPaXEHHS DI3HKX OPraHiB | CUCTEM: CepLEeBO-CYANHHOI, IMyHHOI, HEPBOBOI, EHAOKPVHHOI, CKENETHOI.

MeTa — niaBMLLINT HACTOPOXEHICTL NikapiB WOAO AiarHOCTUKM CUHAPOMY Aeneuii 22911.2 y nauienTiB i3 CyA0OMHUM CYHOPOMOM Ha OCHOBI
aHaniay KJiHIYHOro BUNAAKY.

OnucaHo kniHiyHKMIA BUNagok cvHapomy i xopaxi (mikpogeneuji 22g11.2) y xnonyvka i3 CyAOMHUM CUHOPOMOM, [iarHOCTOBAHUM
y Billi 14 POKIB LLNAXOM FrEHETUYHOMO TECTYBaHHS Yepes Nifo3py Ha eninentuyHy eHuedanonartio. JiarHocToBaHi rinodyHKLIS napatumMTonoaio-
HOI 3a103M Ta rinokanbujeMid 04eBMAHO By NPUYMHOIO CYAOMHOMO CUHAPOMY Ta NOTPebyBav 3MiHW TakTUKK NikyBaHHA. HesBaxalouv Ha
HaaABHICTb T- i B-nimdonerii, y xnonyvka He 6yno 4acToro iHPEeKUiMHOro cruHapOoMy. BiACYTHICTb BM3HA4YaNbHUX O3HAK CUHAPOMY Aenedi
22q11.2 B paHHbOMY Billi, 30KpeEMa, BIACYTHICTb AaHNX MPO BPOAXEHY BaAy CEPLIA, BUPAXEHNX NMLEBMX AN3MOPDIN, HacTux iHDEeKLi, He nanu
3MOrV 3anigo3puTK et CUHAPOM Y PaHHBbOMY BiL.

BpaxoByioun NOWMPEHICTb, MHOXMHHICTb | BapiabenbHICTb YPaxeHHs Ta PI3HUIA CTYMiHb TAXKOCTI KAIHIYHUX NPOSBIB NPW CUHOPOMI Aenellj
22q11.2, naujeHTV 3 Takum CUHAPOMOM MOXYTb 3yCTpIHaTMCh Y NPakTMLi KOXHOro fikaps. Mpu CyaoMHOMY CMHOPOMI B NOEAHAHHI 3 NOPYy-
LUEHHAMM PO3BUTKY HEOOXIAHO BUKMOYaTL CUHOPOM Aenelji 22q11.2 y 6yab-akomy Biui. LLinplia 06i3HaHICTb WOAO AN3MOPQIHHIX Ta KAiHiY-
HWX NPOSABIB CMHAPOMY AACTb 3MOrY Kpalle AiarHOCTyBaTW BULLE3a3HaYEeHe 3axXBOPIOBAHHSA, AKe NOTPEOYE MyNbTUANCUMMNIHAPHOIO MiAXOAY
[0 BEOEHHSA.

JocnioxeHHs BUKOHaHO BiANOBIAHO A0 NPUHUMNIB [eNnbCiHCbKOT Aeknapalli. Ha npoBeaeHHsa A0CAIOXEHb OTPMMaHO iHhOPMOBaHy 3roay 6atb-
KiB AUNTUHN.

ABTOPU 3a8BNSHOTb NPO BIACYTHICTb KOHMAIKTY iHTEPECIB.

Kntouosi cnoea: cvHapom aenedii 22911.2, cunigpom i xopaxi, rinonapatvpeos, rinokanbuiemist, CyaoMu.

Seizures in a teenager as a manifestation of 22q11.2 deletion syndrome
O.R. Boyarchuk, L.A. Volianska
I. Horbachevsky Ternopil National Medical University, Ukraine

220911.2 deletion syndrome (DiGeorge syndrome) is one of the most common chromosomal abnormalities, which is characterized by multiplicity
and variability of damage to various organs and systems: cardiovascular, immune, nervous, endocrine, skeletal.

The purpose is to increase doctors' awareness regarding the diagnosis of 22g11.2 deletion syndrome in patients with seizure disorder based
on a clinical case analysis.

Here we report a clinical case of DiGeorge syndrome (22g11.2 deletion syndrome) in a boy with seizures diagnosed at the age of 14 years
by genetic testing because of suspected epileptic encephalopathy. Diagnosed hypofunction of the parathyroid gland and hypocalcemia are
obviously the cause of seizures and required a change in treatment. Despite the presence of T- and B-lymphopenia, the boy did not have a
frequent infectious syndrome. The absence of defining signs of the 22q11.2 deletion syndrome at an early age, namely the absence of data for
a congenital heart defect, pronounced facial dysmorphias, frequent infections, did not give an opportunity to suspect this syndrome at an early
age.

Taking into account the prevalence, multiplicity and variability of the lesion and the varying degree of severity of clinical manifestations in 22q11.2
deletion syndrome, patients with this syndrome can be found in the practice of every doctor. With seizures in combination with developmental
disorders, it is necessary to rule out 22g11.2 deletion syndrome at any age. Wider awareness of the dysmorphic and clinical manifestations of
this syndrome will allow better diagnosis of this disease, which requires a multidisciplinary approach to management.

The research was carried out in accordance with the principles of the Helsinki Declaration. The informed consent of the patient was obtained
for conducting the studies.

No conflict of interest was declared by the authors.
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Beryn

WHIPOM Jiesiettii 22 xpomocomu (22q11.2)

€ OJTHUM 13 HAUTIOMUPEHIIINX Cepejl XPOo-

MOCOMHUX aHoMmaJiii [2], gactora gKo-
ro cranoButh 1:2000—-1:6000 HOBOHApPOMKEHNX
[3]. Ileit cuHapOM BiOMUII TAaKOXK SK CUHPOM
i Jixxopmxi [2]. Binbimicts Bunagkis (90-95%)
cungpomy generii 22q11.2 € cnopagudyHuMu
3 Bapiantamu de novo [14,17].
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BpaxoBytoun, 1o 1pu Jeserii  XpoMOCOMH
BiZIOYyBa€ThCsl BTpaTa TEHETUYHOTO MaTepiaiy,
Jle po3MillleHi KijibKa JIeCATKIB reHiB, KJIiHiKa MOXKe
O6ytu jayske pisHoMaHiTHOW0. ITpore 1yIst CHHIPO-
my [li JIPKOpIUKI BUAIISIIOT HANOIIBIN XapaKTepHi
KJIIHIYHI TTPOSBU: BPOJJKEHI Bagu Ceplis, AU3MOP-
diuni pucu 0b6gMYYs, TIIOIIIA3i10 TUMYCa, PO3IIIi-
JIMHY TBEPJOro/M'SIKOrO TiHEOIHHS, TilOKaIb-
IieMio 3a paxyHok rinomnaparupeosdy [11]. Cepen
BPO/UKEHUMX BaJl CEpIlst HAWOIIbII XapaKTepHUMU
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€ KOHOTPYHKaJIbHI eeKTH, Taki sik TeTpaga Das-
JIO, 3araJIbHUI apTepiajbHIil CTOBOYD, KOapKTaIlist
A0pTH, TPAHCIIO3UIliA MaricTpajJbHUX CYIUH, Je-
(bext mixmTyHOUKOBOI Ieperopozku [ 16]. JIutesi
n3Mopdii  XapakTepu3yloThCs MiKpotiedaieio,
rinepTeslOpu3MOM, HU3HKO PO3MIIIeHUMH, 1e(op-
MOBaHUMHU, MQJIOTO PO3Mipy BYHIHMMHU PaKOBHHA-
MU, eIiKaHTyCOM, BY3bKUMHU OYHUMM IIiIJTMHAMHU,
MiKportaTieio abo peTporHaTi€io, aH TUMOHTOJIONI-
HUM PO3Pi30M OYell, BUCTYTIAlOUMM HOCOM i3 BeJIn-
KAM KiH4MKOM a00 TiMOIIACTUYHUM HOCOM, Ma-
JIEHBKMM POTOM 13 BUBEPHYTOIO BEPXHBOIO T'yHOI0,
MaJIEHbKUMU 3yOamMu, KOPOTKUM (DiJIBTPOM Ta acu-
Metpieio 06y, TimoKaibIlieMiss YacTo MPU3BO-
JIMTH 10 PO3BUTKY cyzaoM. linoriasis abo arrasis
TUMYyCa TTPU3BOJUTD 710 PO3BUTKY iIMyHOIEDITUTY,
SIKUIA CIIOCTEPITa€ThCst y 25% JiTell, epeBaskHO 3a
paxyHok nedinuty T-manku imynitery [18-19].
[leit cunapom kaacudikyiOTb cepesl BPOKEHUX
HOMUJIOK IMyHIiTETYy sK KOMOIHOBaHMiI iMyHO-
nedinuT 3 acorifioBaHUMU Ta CUHAPOMAJTBHUMU
pucamu [22]. ¥V 5% gireit piserbr CD3 moxe 6yTu
<1500 KJTiTHMH y MKJ Ta BU3HAYATUCS HU3BKUN
piBeHb BUCIYHUX Kijelb T-KJIITHHHUX PeIenTopiB
TREC (T-cell receptor excision circles) 3a pesyib-
TaTaMy HEOHATAJbHOTO CKPUHIHTY Ha TAXKKI KOM-
6inoBaui imynomedinuTu [21]. 3ameskHo Bix rimo-
mrasii abo amasii Tumyca cungapom /i JIxopmxa
KJIacH(iKyOTh sIK 4aCTKOBHUI a0 moBHuUii [6,17].

OkpiM nepejiyeHnx HalOIIbII XapaKTEePHUX
03HaK, y aiTelt i3 cungpomoM /i JIKOPIKI MOKYTh
BUSBJIATUCS aHOMaJii HUPOK, TCUXIYHI pO3Jaju,
npobsieMy 3 TOAYBAHHSIM 1 KOBTaHHSIM, 3HUKEH-
HS CJIyXy, 3aTpUMKa POCTY. Y JAeIKUX BUMAIKAX
MOKYTb BUHUKATH ayTOIMYHHI PO3JIaJiv, PO3JIaIn
3 OOKy IIeHTPaJbHOI HEPBOBOI CHCTEMU, aHOMaJIii
ckeJieta, o(TaabMOJIOTIuHI TIpobsieMu, TiloIasis
emaJi Ta 3J05iKicHi HoBoyTBopeHH: [ 18].

3aTpuMKa PO3BUTKY i/ab0 1pobiemMu 3 Hab-
YAHHSIM TAKOK € Y4acTOM0 MPOOJIEMOIO, sTKa 3yCTpi-
vyaetbest pubmsao y 90% Bumnazkis. 1li nmposiBu
MOKYTb BapiloBaTH BiJl JIETKUX /10 TSXKKUX, THOL
BOHU € OCHOBHUMU CUMIITOMaMU Ta IIPUBOJIOM 11
rocritamsartii [2].

[TooguHOKI UM peNUANBHI CYIOMU MOXKYThb
CIIOCTEPITATUCS MTPOTSATOM YChOTO JKUTTS 1 yacTitie
MOB’SI3aHi 3 TIOKAJIBITIEMIEI0, XOUa TTPOBOKYIOUHNI
YMHHUK MOKe i He BusHauatucs [3]. Big 5% mo
7% niteit i3 cungpomMom 22q11.2 cTpakaaioTs Bij
erriJiericii, 1o 3Ha4Ho Oijiblile, HiXK y 3arajJbHiil 1M0-
nyssiii (0,5-1,0%) [2,14]. [IpoBokyiounMu quH-
HUKaMU CYZIOM MOXKYTb OYTH JINXOMAHKa, TITIOKCisl,
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Xipypriune BTPYYaHHH, JiKHW, TilleprpoiHeMisa
ta rinokaibitieMis [14]. [inmoxasmbitiemis Moxe
OyTH TPUYUHOIO CYZIOM Y Oy/ib-sIKOMY Billi, HABITH
y HAI€HTIB, y SIKUX B aHAMHe31 He OYJI0 rimoKab-
riemii ta/abo cymom yepes TinodyHKIIO mapaniu-
Tonoaibuux 3amo3 [10].

Mema nocnijpkeHHS — TIiABUIIUTA HACTOPO-
JKEHICTh JIiKapiB MIOJI0 JHAarHOCTUKU CHUHIIPOMY
nemertii 22q11.2 y mari€HTiB i3 CyZIOMHUM CUH/IPO-
MOM Ha OCHOBI aHaJIi3y KJIIHIYHOTO BUTIA/IKY.

Omucano Bunazok curApomy /i JIxkopmki
(mikpogemnernii 22q11.2) y xyonuunka i3 CyZIOMHUM
CUHIPOMOM, JliarHOCTOBaHUM Yy Bili 14 pokiB
MIJITXOM TEHEeTMYHOTO TECTYBAHHS uyepe3 TiI03py
Ha emnijentuunHy eHnedasnonarito. /liarnocToBani
rinodyHKIlisE MapamuTonoAiOHOI 3a1031 Ta Tilo-
KaJIbI[IEMist MOKYTh OyTH TPUYMHOIO CYIAOMHOTO
CUHIPOMY Ta IOTPeOYIOTh 3MiHU TaKTHKHU JIKY-
BaHH:.

HocniskeHHss BUKOHAHO BiIIIOBIZIHO /10 TPUH-
numiB lembcincebkoi meksaparii. Ha mpoBemen-
HS JIOCHIJIKEHb OTPUMAHO iH(GOPMOBAHY 3TO/Y
6aTbKIB JUTHH.

Kminiyauii BUmagok

Xjomuuk, BikoM 15 PpoKiB, crocrepiraBcs
B HEBPOJIOTA 3 MTPUBOJLY TE€PIOIUYHOTO CYOMHOTO
cuHApOMY 3 4-piunoro Biky. Cymomu BimMivasu-
cs pinko (1 pa3 Ha 3—4 PoKN), MepeBasKHO B Hid-
Huil vac. /lo 2022 poky mpoTtucymoMHOI Teparii
He OTpUMYBaB, a 3 TpyaHsa 2022 poky oTpuMyBaB
gamotpupkuH. [Ipn mepmmx cygomax (y 4-piu-
HOMY Billi) PiBEeHb KaJbIlil0 B KPOBI CTAaHOBUB
2,3 MMOJTb/1 (HOpMa), pPiBeHb 10HI30BAHOTO KaJTh-
it — 1,09 mmous /1 (Hopma — 1,2—1,38 MMob /7).

3 aHamMHe3y JKUTTS BIZIOMO, MO XJIOIMYUK
Bix I BaritTHocTi, I TOJIOTiB, HApOAMBCS 3 Macoio
3550 r. [Imo6 He crnopignenwii. Ha mepmiomy
POIIi criocTepiraBcs B HEBPOJIOTA 3 IIPUBO/LY MaKPO-
nedauii, rigporedastii, 3aTPUMKI MOBJIEHHEBOTO
posButky. IllemnienHss mpoBeaeHO BiJMOBIIHO /10
BiKY, y TOMY YHCJIi )KUBUMM BaKIMHAMU. Y TeHe-
TUYHOMY aHaMHe3i BHUSBJIEHO CMePTb XJOMYUKa
B MaMUHOTo OpaTa Ha 3-Ti0 00y IiC/Isl HapOIKEeH-
Hs BiJl Ba/l PO3BUTKY, HECYMiCHMX 13 JKUTTSIM.

Ha MoMeHT orJisity XJIOIYMK MiIBUIIIEHOTO KU B-
sennst. Macartina— 88 kr(z-3HauenHs 2,41),3pict —
170 cm (z-3nHauennsa 0,70), inmekc mMacu Tija —
30,4 xr/m* (z-3nauvenna 2,14; 98 mepueHTub).
[Tomipnao Bupakeni suieBi Au3Mopdii: acuMeTpis
06y Y, TinepTesIopu3M, By3bKi OUHI IIIJIMHY, BU-
COKe 4010, enikanT, 0y ap001oai0H1il KIHYKK HOCA,
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Tabnuus
IMyHOnoriyHe 06CTEeXEeHHS NnawuieHTa

MokasHuk MauienT Hopma
CD3, % 60,4 53-81
CD3 / mkn 610 1100-2600
CD4, % 38 30-44
CD4 / mxn 390 600-1400
CD8, % 18,6 25-35
CD8 / mxn 190 400-1200
CD19, % 12.3 12-22
CD19 / mkn 120 300-900
CD16/56, % 26,1 6—-20
CD16/56 / Mkn 256 100-800
IgA, g/l 1,16 0,47-2,49
IgM, g/I 0,65 0,15-1,88
lgG, g/! 11,2 7,16-17,11
IgE, IU/ml 36,7 1,5-158
AKTUBHICTb KOMINIEMEHTY, J10 91 41-83

Makportedaris. Mexi cepiist — BikoBi. JismbHiCTD
cepllst pUTMiYHa, TOHU 3BYYHi, claGOIHTEHCUBHUI
(2/6) cucrosiyauii myMm Ha BepXiBil, V TOYII.
Y nerensix — Be3ukyJgpHe Auxanus. JKusiT m'd-
kuil, weGosoumii. IlewiHka — 1Mo Kparo MpaBoi
pebephoi ayru. CesesiHka He T1aIbIlyBaIacs.

Y saranbHOMY aHaMi3i KPOBI — MoMipHa JiMbo-
nenis (1,37x109 /).

BpaxoByioun atumnoBuii 1epebir CygOMHOIO
cuHApoMYy (CyZOMHU PijiKi, TIepeBa’KHO BHOYI), Ha-
SABHICTb 3aTPUMKH PO3BUTKY, XJIOMYMKA HAIPaB-
JIEHO ISl TIPOBE/IEHHSI TEHETHYHOTO 00CTeKEeHHST
JUIsl BUKJIIOYEHHST eIiJIENTUIHOI eHIledaonarii.
[IpoBeneno cexBenyBanHs ek3omy (3-B-Exome)
y maboparopii «3Billion» (IliBaenna Kopest).
3a pe3yJbsTaTaMyu TeCTyBaHHS BUSBIEHO CUHIIPOM
nenertii 22q11.2.

[Tomasbiie o6CTesKEHHS CITPSIMOBAHO TIEPEYCiM
Ha BU3HAYeHHs (DYHKIIII mapamuTonoibHoi 3a10-
3M, PIBHSI KaJIbIIil0 i BU3HAYEHHS, Y MOrJa OyTu
rioKaJIbIiEMis MPUYUHOIO CY/NOM. TakoX BUKO-
HAHO OOCTEXKEHHS IHIIUX OPraHiB i cucTeM, 3Mi-
HU 3 GOKY SIKMX CIOCTEPITAIOTHCST MPHU CHHIPOMI
Jli Jlxxopuxi: ceprieBo-CyIMHHOI, IMYHHOI, CE40BU-
JIJIbHOI, eH/IOKPUHHOI CUCTEM, OPTaHIB CIIYXY, 30PY.

[Tposenene 0O6CTEKEHHS TTOKAa3a/10 HOPMAJIbHIIA
piBeHb THUpeoTporHoro ropmony — 3,1 MxOm/mu,
He3HAyHe 3HUJKEeHHsI PiBHAI Bitaminy D —
48,3 umosb/n (nedimut npu <50 HMOJIb /1), 3HAY-
He 3HUKEeHHST PiBHA maparropMony 70 9,0 nr/mi
(nopma — 18,5—-88 1ir/mi1) i 3HMKEHHST PiBHS 3a-
rajpbHOTO Kasbiito g0 1,3 MMonb/n (HopMa —
2,18—2,6 MMoOmB/T).

Pesysibratit iMyHOJIOTIYHOTO 0OCTEKEHHS HaBe-
JIEHO B TabJIHIII.
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Otxe, 3a JaHUMU OOCTEKEHHS ITiTBEPIIKEHO
HagBHICTh TIMOKAJBITIEMII Ha TJi TilOMapaTUpPeosy,
sKi xapaxrtepi s cuaapomy i Ixopmxi. B imy-
HOJIOTTYHOMY OOCTEKEHHI BUSIBJIEHO 3HYKEHHs a0-
COJIIOTHUX PiBHIB cyOmomysmsiiii gimdornutis CD3,
CD4, CD8 Ta CD19, 1m0 TakoX XapaKTepHO JJIsI I[bO-
ro cunzipomy. He3Baskaioun Ha HasiBHICTb 3HUKEHUX
noka3HuKiB T- 1 B- mimdoruTis, pertuanBamii ingek-
HIAHWN CUH/IPOM Y XJIOITYMKA HE BiIMiYeHO.

3a pesyJabratamMu exokapaiorpadii He BUsSBIIe-
HO BPOJIPKEHOI BaJli CePIs. YIBTPa3BYKOBE JIOCIi-
JUKEHHST TAKOJK He TI0Ka3aJ10 3MiH i3 60Ky BHYTpilI-
HiX OpTaHiB.

Oo6roBopeHHst

Oco0/MBIiCTb HABEJAEHOrO0 KJIHIYHOTO BUIIAJL-
Ky — Mi3HA miarHoctuka cuaapomy /i JIxopmxki
B JIMTUHU i3 CYZIOMHUM CUHAPOMOM. BijncyTHicTb
BU3HAUAJIBHUX O3HAK CUHApOMY jesertii 22q11.2
B PaHHBOMY BIlli, 30KpeMa, Bi/ICYTHICTb TaHUX PO
BPOJIKEHY BaJly Cepllsl, BUPAKEHUX JIUIEBUX /13-
Mop@iii, vacTux iH(eKIii, He 1aau 3MOTH 3alli0-
3puTH 1€ cuHApoM paninie. HopMasibHUI piBeHb
3araJbHOTO KAJIBINI0 B Pa3i MOSIBU MEPIIUX CYI0M
TaKO’K BIZIBEPHYB YBAry BiJl MOKJINBOI IUCHYHKITIT
HapanuToNnoAiOHOI 3a/1031.

Cunznpom /li [Ixopmxi HaliyacTtimie iarHo-
CTYETBCS B [liTell i3 BPOIXKEHUMU BaJlaMU Ceplis,
0cOGJIMBO, KOJIU Mijl Yac ONEepaTHBHUX BTPydYaHb
BUSIBJISTIOTH BiJCYyTHICTD abo Timormiasito tumyca
[6,15], a Takox 3a HasTBHOCTI BUPasKEHOTrO iMyHO-
nedinuty 3 TSOKKUM iHGEKIITHUM CUHIPOMOM.
[Ipore B HaBemeHoMmy BUNAAKY, 3a HagBHOCTI T-
i B-mimdomnenii, pertuanBHi iHbEKIIT 10 TOTO Yacy
HE CITOCTEPITAJINCS.
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ImynonedinuT npu cunapomi genertii 22q11.2
Mozke OyTH Bijl Jlerkoro /1o momiptoro [16] HasiTh
y BUIaAKax rinomaasii abo BiACYyTHOCTI TUMYyca
[21], i moxe Bimmivatucs B 40—77% nartienTis [2].
3a3BUyall 3MEHITYEThCS KiMbKicTh T-mimMboIuTis.
Y He3HayHOI KiJIBKOCTI TAIli€HTIB i3 CUHAPOMOM
JTi JIKOpP/IKi 3HMZKYETBCS PiBEHDb iIMyHOTIO0Y I HIB,
i 2-3% i3 HUX MOTPEOYIOTH 3aMiCHOT Teparrii iMy-
HormoOyrinamu [19]. 3arajoM mopyuieHHs iMyH-
HOi CHUCTeMHU B TAIIEHTIB i3 CUHPOMOM IeJIellil
22q11.2 mysxe BapiabesbHi 1 He 3aBKIN KOPEJIO-
10Th 3 arasiero abo rimomiasielo Tumyca. dacro
BiJICyTHS 4iTKa KopeJisiisg mixk T-simdborieniero i
yacToTolo iHdekii [6].

Y HaBesleHOMY BUITQ/IKY JIOMiHYIOUUM Y KJIiHiu-
HiiT cuMnToMaTHIli OyB TilOMApaTHUPEO3, SKWil
MIPU3BIB /10 TOKAJIbIIEMIT 1 cyioM. Xoua TPUYMHA
Cy/IOM Y TIAIlIEHTIB i3 cuHApOMOM Jedeltii 22q11.2
MOXKYTh OyTW i1 iHIN, He TIOB’si3aHi 3 TilIOKaJIb-
iemieto. 30KkpeMa, IIPUYNHOIO CYI0M MOKYTh Oy TH
KOPKOBi Masnbdopmaliii, Taki gK MOJiMiKpOTipid,
HEePUBEHTPUKYJISIPHA By3JI0Ba TeTepoTorist  abo
KOpTUKaJIbHA AUCILIa3ida [1].

[IpusnauenHst TpernapariB  KaJblIlilo CIPUSE
HOpMaJi3aillii 1oro piBHA B KPOBi 1 KOHTPOJIO CY-
JIOMHUX HaIa/liB MMPU TiMOKAJIbIIIEMIUHUX CyOMaX
[14].

Bugsnenns nusmopdivHuX puc y pasi ix He-
BUPA3HOCTI MOTPEOYIOTH BiJl JiKapst a0 rIMOOKNX
3HaHb i3 AmM3Mopdii, a0 HACTOPOKEHOCTI IOL0
TOTO YW iHOIOTO CUHIPOMY 32 HAasSIBHOCTI 1HIIMX
JIarHOCTUYHUX KPUTEPIiB. Y HaBeleHOMY BUIIAJIKY
3 TEPIIOTO POKY KUTTS Ha MEPIINH TJaH BUCTY-
nmasa Makporedastis, ska He € XapaKTepHOIO IS
curapomy i Jsxopmxi. HaBmakw, st HbOTo Gisih-
e XapakTepHa MikpoiledaJisi, MikporHaris, pe-
TporHarist. PetesibHUI OrJIsi| 1aB 3MOTY OOAYrTH
xapakTepHi guamopdii 171 cunapomy [li Jkopaxi.

[le onHieo XapaKTEePHOIO O3HAKOIO IS BUIIE-
3a3HAYEHOTO CHHIPOMY OyJIO TOPYIIEHHST TICUX0-
MOTOPHOTO Ta MOBJIEHHEBOTO PO3BUTKY, sike GYyJI0
GiJIbIlle BUPasKEHe B MEPIIli 5 POKIB JKHUTTSL.

3arajioM TOpYIIEeHHS IHTEJIEKTY B JOPOCIUX
i3 cungpomoM pednettii 22q11.2 mae 3nayHy Bapia-
6esbricTb [2,3]. IIpoTe, He3a/MeKHO Bij| iHTEIEKTY,
MOXYTh Oyt crenudiuni mpobieMn 3 HaBYaH-
HAM, TOPYIIEHHS KOTHITUBHOIO Ta aJalTUBHOIO
dynkmionysBanns [3]. Taki hyHKIT, 9K BUpillIeHHS
npobJsieM, THYYKICTb, OlepaThBHA MaM’siTh, KOH-
LEHTpallisl Ta CTPUMYBAHHSI iMIIYJIbCIB, MOKYTb
3agHaBaTu pizHoro BriauBy [13]. Hocmigaukn
BiIMIiYAIOTh OCOOJIUBOCTI MUCJIEHHS B MAIlIEHTIB 13
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nenerieo 22q11.2, ske yacrto GyBae OyKBaJIbHUM
ab0 KOHKPETHMM, BUHIKAIOTh TPYAHOIII 3i CKIa-
HUMW apuMETUYHUMU [TisIMU, 9acTO CTPAKIAE
coriasibHe Ti3HaHHS, € TPOOJEeMH PO3Ii3HABAH-
HsT eMoIliit abo capkasMmy Ta TJIyMadeHHsI HaMipiB
i moBexinky iHMUX [8]. ¥V martienTiB i3 aenerieio
22q11.2 nopytryeTbesi peryJsilisi eMoIliid, mesKi
JIOJIM MOKYTb OYTH IMITyJIbCUBHUMH, €MOIITHO
He3pLIMMH 1/a00 He MaTu KPUTHUYHOTO CYIKEH-
Hs1, ajie iparayTH Apyskom [9]. IIpobiremu MOKYTH
YCKJIQTHIOBATUCST HeOaKaHHSAM 1/ab0 HE3MaTHICTIO
313HATHCS YW BU3HABATH HEIOJIKM i/ab0 3BepTaTh-
¢4 110 goromory. Xoda 6araro maiieHTiB Bigmosiga-
I0Th KPUTEPISIM IHTEJEKTyaJbHOI HEIOCTaTHOCTI,
TSKKI TIOPYIIEHHS € BITHOCHO pifKicHuMu [12].

Kuniniyna o1iHKa nmopyiieHb KOTHITUBHOI chepu
GyBae TPOOBJIEMHOIO, OCKUJIBKU TAIIEHTH MOXKYTb
He CKapKUTHCS, HaBITh AKIO CUMITOMM 3HAYHI,
TOMY JLJIs1 IXHBOI JIarHOCTHKU MOKYTh 3HAZ00MTH-
cs1 1oaaTKoBi 3ycuss [20].

OTiKe, MyJBTUCUCTEMHUI XapaKTep ypaKeHHS
Ta BapiabeJbHICTh KJIHIYHUX MPOSIBIB CHHAPOMY
nenertii 22q11.2 BkazyooTh Ha Te, 1O TIed CUHIPOM
MOJKe CIIOCTEPIiraTuch y NPaKTUI Oy/Ib-SIKOTO
gikaps. [lo choromHi 3arajbHa MeIMYHA CITIJTBHO-
Ta HEJOCTATHbO MOiH(OPMOBaHA PO MIMPOKUIT
crekTp (PEeHOTUIIOBUX TMPOSIBIB CUHIPOMY, TOMY
3HauHa YacTKa JiTeil 1 MOPOCIMX 3aUIIAI0ThCI
HeJIoIIarHOCTOBAHUMH, 1[0 CTA€ Ha 3aBaJli Ha/laH-
HS ONITUMAJIBHOI JIOTIOMOTH, SIKa MOJK€e TTOJITITATI
JIIKYBaHHSI CUMIITOMIB, SKICTb JKUTTS Ta (PyHK-
nionyBanHs [4,5,7]. Taki cranm B A0pOCTHX, SK
mm3odpeHis, paHHill moyaTok xBopobu Ilapkin-
COHa, HelipojiereHepaTUBHI 3aXBOPIOBAHHS, TAKOXK
MOXKYTb OyTH TIOB'si3aHi i3 CHHAPOMOM JeJielii
22q11.2.

JlabopaTopHa [iarHOCTUKA CHHIPOMY JIeJIertii
22q11.2 Ha cbOTOMHI HE CTAHOBUTH TPY/HOIIIB
i MoJigrae y BUMBJIEHH] jieJieltii 22 XpoMOCOMU Me-
tonioM FISH-anamizy. MHOXWHHICTD ypasKeHHS
opratis i cucreM HoTpeOyE MYJIBTUAMCIUILIIHADP-
HOTO TiIXO/ly /10 BeJICHHSI MaIi€HTIB i3 CUHPOMOM
nustertii 22q11.2.

BucuosBku

BpaxoByiouu MOMUPEHiCTb, MHOXUHHICTb 1
BapiabesIbHICTh YPasKEHHS Ta PI3HUIT CTYMIHB TSAK-
KOCTI KJIIHIYHUX TPOSIBIB TIPU CUHAPOMI Jlesieltii
22q11.2, namieHT 3 TaKUM CUHJPOMOM MOKYThb
3yCcTpiyaTuCh y MPAKTHUIll KOKHOTO Jikaps. [Ipu
CYZIOMHOMY CUHJIPOMi B MTO€IHAHHI 3 TTOPYIIIeHHS-
MW PO3BUTKY CJIiji BUKJIOUATH CUHIPOM IeJIellil
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22q11.2 y 6ynp-sikomy Biri. Illuprira obisHaHicTh
M10/10 IM3MOP(MIYHUX 1 KJITHIYHUX MTPOSIBIB CUH/IPO-
MY ZIaCTh 3MOTY Kpallle [iarHOCTyBaTH BUIIle3a3Ha-
YeHe 3aXBOPIOBAaHHS, sIKe TIOTPEOYE MYJIBTH/IMCITH-
IJIIHAPHOTO Mi/IXO/LY /10 BEJICHHS.

Aemopu 3a581510mb NPO GIOCYMHICMb KOHDIIK-

my inmepecis.
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